On examination.-Slight build. Slight cyanosis. Left side of chest more prominent than right. Diffuse apex beat in fifth left space, i in. outside midclavicular line. Loud first sound at apex. Apical second sound duplicated. Faint second sound at aortic area. Harsh systolic murmur at apex and in third and fourth left interspaces near sternum. Faint early diastolic murmur internal to apex. B.P.
(arm) 95/65. X-ray of chest: There is a persistent left cardinal vein with enlargement of the right ventricle.
Angiocardiogram: Interatrial septal defect with a right-to-left shunt and probably a number of abnormal arteries coming off the aorta.
E.C.G.: Right ventricular preponderance. Another maternal aunt has poor vision which has not been investigated (see Family Tree B). DISCUSSION In both of these families the condition was undiagnosed for many years with the result that the unfortunate sufferers had usually been dubbed either lazy or naughty, especially since the myotonia is aggravated if the patients are harassed.
Nomenclature.-In the classical accounts of myotonia three separate conditions are described:
(a) Myotonia congenita or Thomsen's disease is a familial complaint often appearing in early childhood in which, myotonia with muscular pseudo-hypertrophy is the only symptom.
(b) Dystrophia myotonica is also a familial complaint but it does not usually appear until adolescence, although cases as young as 2 and 3 years have been described. The myotonia is usually less marked and is uncommon in the lower limbs. It is accompanied by muscle wasting particularly of the facial, sternomastoid, forearm and thenar muscles. There are also a number of very important associated conditions. These include: Cataract; fronto-parietal baldness; cardiac changes (P-R interval prolonged); genital atrophy; mental and social deterioration.
(c) Paramyotonia is a condition in which myotonia occurs only in cold weather. According to some authorities, notably Maas and Paterson (1939) , however, these three conditions are all part of one disease. They state that cases of myotonia congenita if examined carefully and followed up adequately can always be shown to possess some of the characteristic features of dystrophia myotonica. On the other hand Thomasen (1948) in a review of myotonia in Denmark found five families comprising 29 myotonics whom he considered showed no evidence of dystrophia myotonica.
Our cases would seem to support Maas and Paterson. Superficially they would appear to be suffering from myotonia congenita and the age of onset would tend to confirm this diagnosis. However, two of the children show slight wasting of the thenar muscles while in both families there is evidence which is very suggestive of dystrophia myotonica.
The matter is of importance as regards prognosis. It is usually stated that dystrophia myotonica carries a grave prognosis and in Denmark it is recommended that sufferers from this complaint should be sterilized. However, if it is accepted that Family A above are, in fact, suffering from dystrophia myotonica it will be seen that the prognosis is not necessarily as grave as is sometimes supposed.
